Pai syndrome (MIM 155145) is a rare genetic disorder characterised by median cleft of the upper lip and pedunculated skin mass(es) on the face as obligatory criteria and has been detected in eight patients (six males and two females).`In addition, midline lipoma(s) of the central nervous system has been described as part of the syndrome in two male patients.7 8 Psychomotor development is not impaired. At present, the cause of this syndrome is unknown, although autosomal dominant inheritance has been suggested. 8 Here we report a Japanese girl with median cleft of the upper lip and pedunculated skin masses on the nasal septum associated with a de novo reciprocal translocation, (46,X,t(X;16)(q28;ql 1.2) Functional monosomy of 16q ration of Inactivation is apparently restricted to the X erivative chromosomal segment of the derivative X chromosome in the majority of the lym-)hocytes phocytes, while a small percentage of them rative X showed spreading of inactivation from the :ating in derivative X chromosome to the entire transloof those cated portion of chromosome 16. However, ative X our observation is only a finding of cytogenetic Lat inac-resolution, and tissue differences in spreading tosomal of inactivation or instability of inactivation of Le entire an autosomal segment translocated to the X chromosome (reactivation) should also be considered. Thus, most of the clinical manifestations in the present patient may be the result of (partial) functional 16q monosomy. Some * clinical features, including postnatal growth retardation, mental retardation, and dysmor--i~phism such as frontal bossing, hypertelorism, upward slanting, short palpebral fissures, high arched palate, and broad big toes, resembled those of partial 16q monosomy. We are grateful to A Omiya for technical assistance in the cytogenetic study. This study was supported in part by a grant for research on mental retardation from the Ministry of Health and Welfare, Japan.
